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1.  The detection of a disease causing mutation in different 
regions of the world could reflect ancient patterns of 
migration. This thesis 
2. Due to nonrandom X-chromosome inactivation, the effect 
of a mutation may be undetectable in normal tissue, while 
it is present in tumor cells. This thesis 
3.  Inheritance of facioscapulohumeral muscular dystrophy 
type 2 is digenic. This thesis 
4.  Computational algorithms to asses DNA and protein 
variants can lead to false positive or false negative 
predictions. This thesis 
5. Targeted Next-Generation Sequencing can replace Sanger 
Sequencing in clinical diagnostics. Sikkema-Raddatz et 
al., Hum Mutat (2013). 
6. Exome sequencing is a powerful strategy for discovering 
genes that underlie Mendelian disorders. Bamshad MJ et 
al., Nat Rev Genet. 12:745-55 (2011). 
7. Mutation detection using High Resolution Melting Curve 
Analysis (HR-MCA) is easier with only one or two 
melting domains. Vossen RH et al., Hum Mutat. 30:860-6 
(2009). 
8. qPCR is a crucial step for checking successful enrichment 
as well as for estimating the fold-enrichment obtained for 
both on–array and in–solution capture methods.  
9. Exome sequencing comes with a number of limitations 
that must be addressed before it can be transferred from 
the research domain to routine diagnostic practice. 
10. The lower cost and time required for exome sequencing 
and its ability to identify many variants in the exons are 
the primary drivers for its widespread use. 
11. Nothing equals the taste of success.   
